SUMMARY Five generations of a family with autosomal dominant atypical vitelliform macular dystrophy (A-VMD) were studied. This dystrophy is similar to autosomal dominant Best's vitelliform dystrophy (B-VMD) but clinically more closely resembles sporadic pseudovitelliform macular degeneration (P-VMD). Of the family members who were 14 years or older 43 (24 females and 19 males) of the 101 at risk (43%) were affected. Vision varied from 20/20 to 20/200. Field defects and tritan colour defects were invariably present only when vision was A20/200, but these defects were sometimes present when vision was good. The electrooculographic studies (LP/DT ratios) in this family were found to be normal or reduced and did not correlate with visual acuity. Minimal retinal findings consisted of macular or extramacular punctate yellow lesions or both in the retinal pigment epithelium, which were hypofluorescent by angiography, and retinal pigment epithelial defects in the temporal nerve fibre bundle, which were hyperfluorescent by angiography. Fluorescein angiographic changes were invariably present when retinal lesions were noted, and this was the most reliable test in identifying genotypically affected family members with minimal phenotypic expression.
Autosomal dominant retinal pigment epithelial (RPE) dystrophies include Best's vitelliform macular dystrophy (B-VMD),' butterfly-shaped epithelial dystrophy (BED),2 foveomacular dystrophy (FMD),34 and drusen.5 Establishing a correct diagnosis in RPE dystrophies may be difficult in that B-VMD and BED may be a continuum.' Further, the diagnosis may be confused because of sporadic conditions. Pseudovitelliform macular degeneration (P-VMD) is similar morphologically to B-VMD, but is sporadic, shows a normal or slightly abnormal electro-oculogram, has a later age of onset, shorter period of evolution of the lesion, and a discrete atophic lesion as the end stage. ' This paper presents a large family with an autosomal dominant RPE dystrophy which is an atypical vitelliform macular dystrophy (A-VMD). There is complete penetrance but extreme variability of phenotypic expression, with different appearances to the primary lesions, multifocal lesions, and variable age of onset and rate of progression. The electro-oculogram is not always diminished in affected family members and cannot be used for genetic counselling. Fluorescein angiographic changes are invariably present when ophthalmoscopic lesions are identified, and are thus more valuable than electro-oculography in detecting genotypically affected family members with minimal phenotypic expression. seen or suspected ophthalmoscopically and substantiated by fluorescein angiography (See Table 1 Amsler grid visual fields were performed on 12 affected family members. A central visual field defect was noted only in those family members whose visual acuity was markedly reduced.
A complete or partial tritan colour defect was found in 6 of 10 of the affected family members tested. There was no correlation between visual acuity and the colour defect (Fig. 2) ; however, in 2 family members whose visual acuity was 20/200 or less the tritan colour defect was present.
Electro-oculograms were performed in 1974 on 10 affected family members. The electro-oculogram was abnormal (Fig. 3, top) in only 3 affected family members (ages 16 4 and 5), moderate (Fig. 6) , and severe (Fig. 7) forms.
Minimal changes consisted of small yellow lesions in the macular and/or peripheral retina and small defects in the temporal peripapillary region. Moderate changes included elevated ('fried egg') yellow lesions in the macula or peripheral retina, and defects (usually 90°-180°) in the temporal peripapillary region. In minimal and moderate cases the yellow lesions were hypofluorescent in early but hyperfluorescent in late fluorescein angiograms, while the peripapillary1esions-weroormly hyperfluorescent. Severe changes included advanced vitelliform macular or peripheral lesions which had depigmented centres and pigment clumping around the edges without hypertrophic scarring, and large (usually 3600) retinal pigment epithelial defects in the peripapillary region. In these cases the fluorescein angiograms showed the defects as hyperfluorescent areas from early to late. Some patients had minimal central lesions and severe peripheral lesions simultaneously (and vice versa). In some cases retinal lesions advanced from minimal to moderate or from moderate to severe from 1974 to 1981, and in 2 cases visual acuity decreased from normal to legal blindness in one eye during this period (III,2 and IV29). pathological studies have all localised the pathology in B-VMD to the retinal pigment epithelium."8 Recent reviews""2' have emphasised that the main criteria for the diagnosis of B-VMD are family history (autosomal dominant pedigree), visual loss in advanced cases (with high variability in appearance of the lesions), and a diminished electro-oculogram.
In contrast P-VMD is generally sporadic, except in 2 instances of apparent autosomal dominance in two generations.34 The lesions are usually smaller than those of B-VMD, the electro-oculogram is normal or slightly decreased, the onset is later in life, with a slower progression, and an end stage which is atrophic (not hypertrophic).72227
This family with A-VMD demonstrates extreme variability of expression, including differences in appearance and location of the lesions, and in their variable age of clinical onset and progression. Inconsistent abnormalities were found with field and Fig. 6 
